E.N.Kum, KO.A.KpynunHosa, H.HO.KannHyeHko, H.I'.MokpsbilweBal
1PI'bY «HMWU saHpokpuHonornn» MunHsapasa Poccun, MockBa

PAK OKOJNOWMTOBUOHOWU XENE3bl Y PEBEHKA, ACCOLUMUPOBAHHbLIN C MYTAUUEWU B T'EHE CDC73

KapuuHoma okonouwjumosudHou xene3bl (OLUX) y demeu ecmpedyaemcsi KpauHe peOdKo, Yyawe Hocum cropadudyecKkuu xapakmep, oOHaKoO Moxem 6bimb accoyuupoeaHa C Haau4duem
2epMuUHasibHOU Mymauuu, 8 moM 4ucsie 8 2eHe CDC73. EOuHcmeeHHbIM 3¢pgheKmuUusHbIM MemoOOM JieHeHUs1 KaK nepeuYyHoU onyxoJsiu, maM U Memacmas siesisiemcsi xupypau4yeckud,

88UJY HU3KOU YyecmeumesibHOCMuU nocsiIeGHUX K XUMUO- UJsiu Jiy4eeou mepanuu, K noMow,u Komopsbix ripubea2arom 8 pedKux criydasix.

KnuHnyeckun cny4vyan: B 6 neTtHem BO3pacTe poauTenn AEBOYKM CTanM OTMeYaTb HapyLleHMe MNOXOoaKW, OofiM B KOHEYHOCTAX, X-00pa3HOe WUCKPUBIIEHWE HOr C MnocneayroLlmnm
nporpeccupoBaHnemMm. B 2015 rogy BnepsBblie 3anogo3peH [NITIT: MTH 208 nmonsk/n (1,9-6,9), dpochop 0,9 mmonw/n (1,45-1,75), kanbuymnm odbw,. 2,5 mmons/n (2,15- 2,55),
25(0OH)ButammnH D 8,0 Hr/mn. [lpn npoBegeHun Y3 BnepBble BbIABEHO Y3r10BOoe 0Opas3oBaHME B MPOEKUMM NIEBOU A0MU LWMUTOBUOHOM Xene3bl 29x17x17 MM, pesynbTaTthl
TOHKOUroNbHOU acnupaunoHHon ouoncum - ageHoma OLLK. B 13 net BbINONHEHO CenekTtuBHoe ypaaneHne unameHeHHou neson BepxHen OLK C¢ AoCTUXKEHUEM peMUccUuu,;
rmcronornyeckun - ageHoma OLLK (onyxoneBble CTPYKTYPbl B NPOCBETAX KPOBEHOCHbLIX COCY10B pacLEeHEHbI KaKk NPUBHECEHHbIE B NpoLlecce NpuUroToBrieHns npenapara).

YuntbiBag monoaoun sospact maHungectauum [I'T1T pekomeHaooBaHO MonekynapHo-reHeTnyeckoe nccrnegosaHme metogom NGS, BeigBneHa repMuHanbHas retepo3mrotHaa mytaums
c.70 G>T, p. Glu24Ter B 1 3k30He reHa CDC73.

B 15 net noateepxaeH peunams [NITIT: TTTIE 527 nr/mn, Ca++ 1,4 mmonbe/n, obwun kansunn 3,05 mmons/n, docdop 1,26 mMmone/n, Kanbumm B CyTOYHOU Mo4e 5,2 mmonb/cyT. [1o
naHHbiM Y3W: B npoekunn ynaneHHon OLLUXK cneBa rmnoaxoreHHoe obpa3oBaHue 8x4x6 MM, YTO COOTHOcUINOCb C pe3ynbTatamu cuuHturpadoum ¢ 99mTc-MUBN ¢ ODPOKT-KT.
Obpa3oBaHue ObINO yaoaneHo XUPYPrudecknm c npunexawlen KnetyaTtkoum M MbllilamMun, rMcTonormvyeckm - MHBa3MBHLIM POCT ageHokapuuHombl OLUXK connaHo-anbBEONSPHOro
CTPOEHUA B cKerneTHble Mbllubl, npu NI'X BbigBNeHa yTpaTta aKcnpeccun napadpmnbpommnHa.

B 16 net o4yepeaHoun peumams [I'TIT, npoBeaeHa reMntnpeonaskToMmma cneBa C uncunartepanbHou numdpaaeHIKTOMUEN, YACTUYHOE UccedYeHne MblLlL, KneTyaTkn n dpacuun. B
CBA3N C NepcucTteHumen 3aboneBaHUsa B NocneaylollemMm npoBedeHa TUPEOUOIKTOMUA C yAareHMeEM MpeTpaxeanbHblX NUM@aTUYECKUX Y3NOB U KMeTyaTKM crnpaBa; a Chneaom
HaaKno4YnMyHaa numdageaktomusa weun cnpasa. [1lo gaHHbiM Y3W OLLK B npoekummn yganeHHoOW Xenesbl cnpaBa B HMXKHEU TPETU LLUEN ONpPeaenanca MeXmbllleYHbI numMmaoy3ern
Ox12x8 MM, OKpyrnon opMbl, MOHMXKEHHOWU 3XOreHHOCTU, HakannuMBawwWwun mnsoton Ha cuumHturpadoum ¢ 99mTc-MNBN ¢ ODPIKT, nogosputenbHbIM B OTHOLLEHUXM MeTacTasa.
YuuntbiBag HEAAPEKTUBHOCTb NPOBEAEHHbLIX paHee 5 3aTanoB XMPypruyeckoro neveHnsa B 18 net - Kypc nydyeBou Tepanmn Ha obnactb weun (COMH 50 ['p), 4ToO HE NPUBENO K PEMUCCUMN,
OHaKO B KOMMJIEKCEe C UMHaKanbueTomMm 45 Mr no3Bosninno 4yactu4yHo KoOHTponupoBaTh runepkansumemuto: MNTI 144 nr/mn, kanbuun odw. 2.59 mmonbe/n, docdop 0,88 mmonb/n.

Kum EkatepuHa VropesHa, acnmpaHTt OIbY
«HMWL sHpokpuHonornmn» MuHsgpasa

B cnyyae maHugecmayuu e Mos1o000OM 8o3pacme peKoMeHOogaHO 2eHemu4Yeckoe mecmupoegaHue. lpu ebisiesieHHoU Mymauyuu 8 2eHe CDC73 ?000'3'34’ M°C7K(B;é5'°)°7020$”é7 a6
enegoH: + -(21-6/-

csiedyem rnMOMHUMb O NMOBbIWEHHOM pucke pazsumus paka OLYXX, ymo moxxem noenussmb Ha Xupypa2u4ecKyro makmuky. E-mail: kat-alex2007 @mail.ru

3aknroyeHue: lpu Hannu4Yuu KOCMHbIX deghopmayuu y demeu HeobxoO0uMo ornpedesieHue ypoesHsi obuiezo kanbyusi u MNTI onst ucknroyveHus TIMNTIT.
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